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Look for
• Macrocephaly
• Penile freckling
• Vascular malformations
• Trichilemmomas
• Over/undergrowth
• Intestinal hamartomatous polyposis
• PTEN-Sequenzing
(heterozygot missense-Mutation (p.D24Y)
PTEN-Hamartom-Tumor-Syndrom
• Thyroid cancer
• Breast cancer
• Endometrial carcinoma
• Kidney cancer
• Colon-Ca
Surveillance
• Yearly thyroid ultrasound from the time of diagnosis
• Skin check with physical examination
• Annual breast screening and transvaginal ultrasound 
or endometrial biopsy
• Colonoscopy beginning at age 35 years 
• Renal imaging (CT or MRI preferred) age 40 years.
• Family-hx of a particular cancer type > screening 5-10 
years prior to the youngest age of diagnosis in the 
family
Treatment
• Embolization
• Physiotherapy
• Stockings
• Orthopedic shoes
• Sirolimus? Betablocker?
• Cowden syndrome
• Bannayan-Riley-Ruvalcaba syndrome 
• PTEN-related Proteus syndrome 
• Proteus-like syndrome
• High risk for benign and malignant tumors
• Macrocephaly, penile freckling, Vasc.anomalies
PTEN-Hamartoma-Tumor-Syndrom
